Neuroimaging, though not diagnostic, plays an important role in the evaluation of children with developmental delay/ regression of milestones. It guides in ordering further diagnostic tests such as specific enzyme assays and gene panel testing. GM1 gangliosidosis is a rare autosomal-recessive disorder that is caused by deficiency of β-galactosidase enzyme. Diffuse white matter signal changes are usually seen on the magnetic resonance imaging (MRI). The basal ganglia and thalamus display subtle signal changes on MRI, with a slightly increased or decreased signal intensity of the thalamus and a slightly increased signal intensity of the basal ganglia on T2-weighted (T2W) images and a variably increased signal intensity of the thalamus on T1-weighted images. [1] Cysts in the white matter in GM1 gangliosidosis have not been reported earlier. [2] A 15-month-old boy, born to parents who share an uncle-niece relationship, presented with complaints of developmental delay, poor vision, large head, irritability, and noisy breathing. Examination revealed macrocephaly (Head circumference-47 cm), coarse facies, alveolar hypertrophy, and hepatosplenomegaly. The cornea and fundus examination was normal. MRI showed ventriculomegaly with white matter hyperintensities in the periventricular white matter. The thalami showed hyperintense signal change on T1 and hypointensities on T2W images. The white matter in the frontal lobes showed cystic changes bilaterally [ Figure 1 ]. Lysosomal enzyme assay in cultured skin fibroblasts revealed galactosidase activity of 0.38 nmol/mg/h (normal range: 248-24 nmol/mg/h). Genetic testing by next-generation sequencing showed homozygous mutation in GLB gene thereby confirming diagnosis of GM1 gangliosidosis.
In Type 1, GM1 gangliosidosis-computed tomography of the brain typically shows a slightly increased density of the thalamus. [3] There is severely delayed and disturbed myelination in GM1 gangliosidosis resulting in the diffuse white matter hyperintensities on MRI. White matter gliosis and some myelin destruction add to the signal changes which are seen on neuroimaging. Severe destruction of the white matter can result in cysts in the white matter. The basal ganglia and thalamus display subtle signal changes on MRI, with a slightly increased or decreased signal intensity of the thalamus and a slightly increased signal intensity of the basal ganglia on T2W images and a variably increased signal intensity of the thalamus on T1-weighted images. [4] clinical DescRiption of the case A 34-year-old male with past medical history of drug abuse was admitted secondary to a cardiac arrest following heroin overdose. Paramedics on arrival gave intranasal Narcan, and cardiopulmonary resuscitation was initiated. The down time was unknown as the patient was found alone without any family around. The patient reportedly was in pulseless electrical arrest. In the field, patient was intubated emergently and did receive multiple doses of epinephrine. Computerized tomography (CT) head done following admission showed diffuse cerebral edema with loss of gray-white differentiation along with effacement of ventricles and basal cisterns with crowding of posterior fossa along with pseudo-subarachnoid hemorrhage (SAH) sign [ Figure 1 ]. The Hounsfield units (HU) of the pseudo-SAH area was 32 HU while the surrounding brain parenchyma was 44 HU. On examination, the patient was comatose, pupils were 4 mm fixed not reacting to light, and the patient did not have any protective brainstem reflexes such as gag, corneal, or conjunctival reflexes, but he had spontaneous respiratory drive when switched to continuous positive airway pressure mode on the ventilator. The patient eventually became brain dead within 48 h of the event which was also confirmed by a positive apnea test.
Discussion
SAH-like findings were first described by Spiegel et al. in 1986 . [1] Avrahami et al. had initially proposed the term pseudo-SAH sign in 1998. [2] Yuzawa et al. reported that the incidence of pseudo-SAH in patients with traumatic cardiac arrest was 20%. [3] Pseudo-SAH sign is thought to result from basal cistern effacement associated with engorgement of
